We describe a girl ofPakistani origin, born to consanguineous parents, with a multiple congenital anomaly (MCA) syndrome.
Abstract
We describe a girl ofPakistani origin, born to consanguineous parents, with a multiple congenital anomaly (MCA) syndrome. This is the second report confirming an apparently new autosomal recessive syndrome reported earlier by van den Ende et al in 1992 . The hallmarks of this MCA syndrome include characteristic facies with blepharophimosis, narrow, beaked nose, hypoplastic maxilla with or without cleft palate and everted lower lip, arachnodactyly, self-limiting congenital joint contractures, peculiar skeletal abnormalities, and normal growth and development. Further clinical and radiological delineation of the syndrome in this report suggests that the term "Marden-Walkerlike syndrome without psychomotor retardation", used in the first report to describe this condition, does not accurately reflect its clinical picture. The overall prognosis in this syndrome seems good. and arachnodactyly. Her psychomotor development was normal. The authors described this entity as a "Marden-Walker-like syndrome without psychomotor retardation". We describe a girl of Pakistani origin, also born to consanguineous parents, with a similar MCA syndrome. However, further delineation of the clinical and radiological features indicate that, except for a few overlapping clinical signs, this apparently new autosomal recessive syndrome does not appear to be "like" the Marden-Walker syndrome (MWS).
Case report
The proband was born in October 1991 to healthy, consanguineous parents (F= 1/16) who were first cousins. She was the second of three daughters born to a 32 year old mother with no history of spontaneous miscarriages. The pregnancy was supervised and uneventful with no history of exposure to any known teratogen or illness. The baby was born at term by a normal vaginal delivery with a birth weight of 2950 g. A single umbilical artery was noted at birth. The perinatal period was uncomplicated. Soon after birth, the baby was noted to have dysmorphic facies, long hands and feet, and symmetrical contractures mainly involving the distal joints of the extremities with marked stiffness and limitation of movements. Mild flexion contractures were also present at the knee and elbow joints bilaterally. There was no history of similar problems in her two sisters or in any of the close relatives. These flexion contractures gradually improved over a period of time without any intervention, and full range of movement is now possible at all the joints except the interphalangeal joints where mild contractures still persist without any significant functional impairment. There was some delay noted in her motor development during infancy, possibly because of the contractures, but thereafter her psychomotor development has been normal. She is described by her parents as a bright child who is more intelligent than her sisters. Her physical growth has been normal since birth with her weight, height, and head circumference consistently growing between the 75th and 90th centile.
Her (fig 3) . There is restriction of movements at her elbow joints owing to bilateral dislocation ofthe radial heads ( fig 4C) . van den Ende et al.' Of the main clinical features described in the first report, only cleft palate is not present in our child, though she has a hypoplastic maxilla and a short palate. These differences may reflect the variability in the abnormal maxillary development present in this syndrome. Only x rays of the hands and feet are available on the child described in the first report, and the abnormalities noted are similar to the ones present in this child. A skeletal survey on our child further showed peculiar skeletal abnormalities in this syndrome mainly involving the extremities. The pattern of inheritance seen in both the reports is consistent with an autosomal recessive syndrome.
The use of the term "Marden-Walker-like syndrome without psychomotor retardation" in the first report to describe this syndrome seems imprecise.' Though Few other conditions can be considered in the differential diagnosis. There is a solitary case report published in the atlas of clinical syndromes,4 where a 9 year old girl was reported with blepharophimosis, broad nasal bridge, microstomia, camptodactyly, arachnodactyly, self-limiting distal arthrogryposis, and normal intelligence. However, she had short stature, webbed neck, and spinal column abnormalities which clearly differentiate her condition from the one reported here. In early infancy, conditions like Freeman-Sheldon and SchwartzJampel syndromes may mimic this entity owing to the lack of a full blown picture and the presence of distal joint contractures producing hypertonia, but other clinical features and the natural course in these two syndromes should be sufficiently characteristic to differentiate them from the condition reported here.
While confirming this apparently new autosomal recessive syndrome, we conclude that the main features of this syndrome are characteristic facies with blepharophimosis, narrow, beaked nose, hypoplastic maxilla with or without cleft palate and everted lower lip, arachnodactyly, congenital joint contractures, peculiar skeletal abnormalities, and normal growth and development. The clinical course observed in this child suggests gradual improvement in her congenital joint contractures with time.
